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Introduction: The combined effect of Cystic ﬁbrosis and Down’s Syndrome are
not well described. This rare association has a risk of 1:1200000.
Local case: BS, a Caucasian male, was born as a term baby with no antenatal
problems and a birth weight of 2.92 kg (9th centile). On BS’s birth clinical
examination a diagnosis of Down’s Syndrome was made.
At 16 days of age BS was identiﬁed as delta F508 homozygous from the newborn
screening program. BS had no respiratory symptoms but was pancreatic insufﬁcient.
He was started on appropriate treatment.
At 26 days of age BS developed a chest infection. He was admitted to the regional
centre. BS was commenced on intravenous cefuroxime and oxygen, to which he
mildly responded. His investigations were normal and only Klebsiella pneumoniae
was identiﬁed.
After one week he deteriorated. Intravenous tobramycin, DNase, and nasogastric
feeding were commenced but with no improvement. The regional CF team and
parents came to the difﬁcult decision that BS was not for ventilation.
BS was transferred to his local hospital for palliation. He was sent home with home
oxygen and the support of the community team. BS died at age 48days.
Conclusion: Table 1 summarizes previous cases. Children were treated with
maximum available intervention. Children surviving are those who do not have
the full spectrum of either disease. With the advent of newborn screening diagnosis
of these children will improve but the ethical dilemmas of management remain
unchanged.
Review of previous cases of cystic ﬁbrosis and Down’s syndrome
Author Year Age of diagnosis Outcome Family history
Cystic ﬁbrosis Down’s syndrome
Milunski 1959 20 months 6 months died at 25 months −
Milunski 1961 2 months 1 month died at 2.5 months CF and Down’s syndrome
Milunski 1967 6 years 1 year pancreatic sufﬁcient and alive −
Kruger 1998 birth check 1 month died at 6 months CF
Saglani 2001 12 months mosaic 12 months pancreatic sufﬁcient, survived at 7 yrs −
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Liver involvement is observed in up to 30 percent of CF patients in adulthood.
Chronic biliary obstruction causes progressive periportal ﬁbrosis and can lead to
focal biliary cirrhosis. Acute liver failure is a rare ﬁnding in CF during early
childhood. In the case we describe here CF was diagnosed in an infant presenting
with fulminant liver failure.
A two-months-old boy developed severe eczema. At four months hepatomegaly
was found with signs of steatosis on abdominal ultrasound. Within one week he
developed acute liver failure (AST 5,113U/L, ALT 612U/L, TBIL 6.4, INR 2.3) and
kidney failure. Alpha-1 antitrypsin deﬁciency, metabolic disorders and infections
were excluded. To determine etiology a liver wedge biopsy was performed. The
liver showed an orange-yellow discolouration. On histology canalicular cholestasis,
macrovesicular steatosis of hepatocytes, portal-tract ﬁbrosis with perisinusoidal
extension and portal bridging were seen. The clinical presentation of skin changes
was suggestive of zinc deﬁciency. Low zinc levels were measured in the serum and
skin biopsy conﬁrmed the diagnosis of acrodermatitis enteropathica.
CF was diagnosed by a pathological sweat test and detection of a homozygote
deltaF508 CFTR mutation. During the following 8 months of observation the
child has climbed from below 3rd to 25th percentile for weight and height under
substitution of pancreatic enzymes. Liver values are now close to normal.
In conclusion, CF should be considered as a rare differential diagnosis of acute liver
disease in children. Liver biopsy may provide critical information for the diagnosis
of CF in childhood.
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Cystic ﬁbrosis (CF) is a rare autosomal recessive disorder that affects many systems
but primarily the pulmonary and gastrointestinal system. Patients with cutaneous
ﬁnding are rare
We report a patient presenting with dermatitis resembling acrodermatitis entero-
pathica (AE) as the ﬁrst sign of CF. The eruption completely resolved with enzyme
suplement, proper nutrition and skin care
Case report: A four month old child presented with an eruption in the perianal
region and around his mouth and which then spread to his arms and legs. Diarrhea
had started a week before but no history of a lung infection.
On physical examination, his weight was 4600 g (3−10p) and height was 57 cm
(10−25p). He was restless and there was remarkable for generalized swelling, which
is more pronounced in the lower extremities. His skin revealed a scaly macular and
papular erythematous rash localized to the perineum, legs, trunk, hands, and face.
Flexural creases were largely spared
His hemoglobin was 6.6 g/dL, albumin was 1.6 g/dL and total protein 3.2 g/dL,
ALT 72U, AST 80U, a serum A vitamin level was 16.9 (30−60), and a serum
vitamin E level was 0.63 (0.8−1.5). Sweat chloride was elevated at 63mEq/L
Pancreatic enzyme replacement was done. Vitamin E was given. Molecular genetic
studies revealed a heterozygous 2183AA−G/− genotype, conﬁrming cystic ﬁbrosis.
Conclusion:Malabsorbtion and insufﬁcient nutrition in a child with CF will lead to
hypoproteinemia and fatty acid deﬁciency which may cause skin eruptions similar
to AE. The ﬁrst sign of CF is rarely AE like skin eruption but must be considered.
